Contrary to nephrocalcinosis, retinal dystrophy, and cardiac disease, polyneuropathy is a common phenotypic feature of MPV17-mutations [3, 4] . Neuropathy in MPV17-mutation carriers is usually of the axonal sensory-motor type [4] . Were other causes of polyneuropathy excluded in patient-1?
What about the family history of these four patients? Did any of the first-degree relatives of them also carry the MPV17-mutation? Which were the clinical characteristics of the mutation carriers? The mutation p. Val66Glu can be regarded as pathogenic only if a conserved region was affected and if the mutation segregated with the phenotype through the generations.
Overall, these interesting case series merits an in-depth discussion and exclusion of alternative causes of rare clinical manifestations and a thorough work-up of the familial background.
